Age of diagnosis is quite variable, and appears related to the genetic focus of the enzymatic deficiency. Common presenting symptoms are related to coagulation problems, with splenomegaly. Bone pain or fracture is an uncommon (13%) presenting symptom.
Skeletal changes have been well described, and include the classic "Erlenmeyer flask" shape of the metaphyses, especially in the distal femora; but also osteopenia, cortical thinning, avascular necrosis, and pathologic fracture. Gaucher crises are common, similar to sickle cell crisis, and also mimic osteomyelitis. They result from sudden bleeds into the marrow space, with sudden rise in marrow pressure. As a result, bone scintigraphy often reveals decreased uptake initially, followed by increased uptake during the repair phase. Steroids have been reported to alleviate symptomatology during crises. Pathologic fractures are prevalent in the lower extremities and spine, with occasional kyphosis resulting, sometimes threatening neurologic function. Ostenecrosis of the femoral heads does not appear to be as debilitating as in sickle cell disease. Favorable reports have been reported with enzyme therapy with aglucerase, with reversal of skeletal changes reported. There presently is a Gaucher registry to better accumulate data on the condition and response to treatment, which at this point appears to be promising.
